CLINICAL APPROACH
In most instances, a careful history and examination either clarifies the diagnosis; for example, an ex-preterm child developing hydrocephalus. In other instances, it provides pointers for further investigation and management, for example, arranging genetic tests in a child presenting with macrocephaly and multiple cafe au lait spots suggesting the possible diagnosis of neurofibromatosis (NF) Type 1.
The following considerations are helpful. 1 DeMyer's criteria for diagnosis of FM are absence of evidence of a syndrome, normal radiographic study of the brain and a parent or sibling with macrocephaly, or macrocephaly that can be traced through several generations. 2 Discuss the diagnosis with the family and put a 'safety net' of symptoms and signs of raised ICP, seizures, learning delay or developmental concerns for carers to monitor.
7. A thorough examination specifically looking for any known causes of macrocephaly (see figure 1 ) ▸ dysmorphism ▸ unusual growth patterns, for example, increased growth in Soto's Syndrome ▸ neurocutaneous signs, for example, NF-1, Tuberous sclerosis ▸ coarse facies or any signs of storage disorders like mucopolysaccharidoses ▸ full neurological examination including checks for focal deficits, co-ordination and fundus examination ▸ signs of raised ICP (see Box 1). Neuroimaging will usually identify the cause of raised ICP, for example, hydrocephalus, intracranial space occupying lesions (expanding cysts or tumours) or subdural collections ▸ hepatosplenomegaly suggesting storage disorders or haematological disorders, for example, thalassemias
Causes (see figure 1 ): The aetiology of macrocephaly can be divided into genetic and non-genetic causes. Updated information and services can be found at:
These include:
